According to recent reports' 2 the term Stickler's syndrome indicates a hereditary disease of connective tissue together with ocular lesions (such as vitreoretinal degeneration and retinal detachment with giant tears), orthopaedic and otolaryngological lesions, a peculiar facial physiognomy, and a characteristic body habitus. During the last year I have studied 12 pedigrees (10 families and two isolated cases), a total of 39 individuals in all, affected by Stickler's syndrome. All 12 propositi had retinal detachment. A diagnosis of Stickler's syndrome was made on the basis of ocular lesions (mainly retinal detachment in high congenital myopia, vitreoretinal degeneration) and non-ocular lesions. Subsequently the family history of the probands was studied to identify affected relatives.
The purpose of my study was to evaluate mainly (1) the association between the ocular and non-ocular pictures in Stickler's syndrome, (2) Lens. 49% of the patients had presenile cataract. Some of these were subcapsular cataracts, while others were cortical opacities with peculiar features (star shaped or semilunar) (Figs. 1,2) .
Ectopia lentis. This was present in five cases (12-8%); in two it was bilateral and congenital ( Fig. 3) . In these two last cases the lenses were dislocated upwards and temporally, while in the remaining three cases the lenses were dislocated into the vitreous. Owing to the youth of the patients it was difficult to evaluate the possibility of previous trauma. It was possible to exclude other ocular and systemic disorders that generally cause ectopia lentis. 4 Intraocular pressure. Ocular hypertension was present in 10% of the patients. Few cases had glaucomatous field loss.
Angle aspect. In 26% of the patients long and thick iris processes stretched to the trabecular meshwork and covered part of the ciliary face and scleral spur in the anterior chamber angles. This picture is very similar to that seen in the Marfan syndrome,56 Marfan-like syndrome,7 Stickler's syndrome ,' and sometimes pathological myopia. Vitreous. 85% of the patients and all probands had vitreous abnormalities. The vitreous often appeared to be optically empty on slit-lamp examination. A syneresis with fenestrated vitreous membranes and circumlinear equatorial adhesions was present in other patients (Fig. 4) .
Fundus. There were alterations in both posterior and peripheral retina in 87% of the patients. Notwithstanding the high degree of myopia, a myopic crescent was not often seen. This may have been due to the fact that some of the patients were very young. It has been noted that congenital myopia may increase with age, and so some characteristic degenerations, such as myopic crescent, may develop later. Sometimes an irregular and deformed appearance of the optic disc was seen, associated with straightening of retinal vessels at the posterior pole. Most patients were found to have hypopigmentation of the fundus (fundus flavus). Some patients showed a typical radial perivascular chorioretinal degeneration (Fig. 5 ).
But the most characteristic appearances were in the peripheral retina and, in particular, in the temporal periphery. These areas were studied by fluorescein angiography and ophthalmoscopy. In many cases it was possible to observe interruption of so5 group.bmj.com on July 6, 2017 -Published by http://bjo.bmj.com/ Downloaded from alperivascular chorioretinal degeneration.
the retinal vessels in equatorial areas and sometimes further posteriorly (Figs. 6a and 6b) . In some cases the retinal vessels became sheathed and showed signs of leakage (Fig. 7) . Hard exudates were present where the leakage was profuse. In other cases nonperfusion was observed, with a notable alteration in the configuration of the retinal vessels (Fig. 8) leakage ofthe retinal vessels near the posterior (31%), epicanthus (15%), receding chin (18%), small upper lip (23%), long philtrum (13%), and trycomegalia (13%).
Otolaryngology signs. Cleft palate was present in 18% of the patients, while 31% had a highly arched or submucous palate. Two of these patients had been diagnosed at birth as having Pierre-Robin syndrome. About 46% had malocclusion and 21% hearing loss. Wagner' s syndrome and discovered that 20 of the 21 patients suffered from arthropathies of varying degrees. These reports have shown that in Stickler's syndrome a pathological hereditary association between ocular and non-ocular disorders may exist and that the lesions are extremely variable in their expressivity. Maumenee" has classified these syndromes into six distinct groups and considers that probably two or more gene loci are involved in them.
My studies show that in Italy Stickler's syndrome is rather common. It is important to make an early diagnosis so that prompt treatment of the ocular and non-ocular disorders and genetic counselling may be given. Furthermore, in agreement with other authors" I believe that Stickler's syndrome is a single entity. In fact none of the families examined in this study fitted exactly into any of the recognised categories proposed by Maumenee. For example, when the first 10 patients of one of our families were visited in our department, they were initially diagnosed as having 
